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CMHApOMaanOE OXHupeHuey .EIeTEVI: UCnoJib3oBaHue
Be6-npv|no>|<eHm| ans BVIpTyaHbHOI7I ANArHOCTUKK

Ha npumMepe KnnHn4eckoro cry4as

A.H. MNyTuHues, B.FO. BonHosa, M.I1. CacboHosa, [.A. Hukonbckun, E.A. Pybuosa, K.A. 'yces

Poccuickuin HaumoHarbHbI MccrefoBaTensCKMn MeguumMHCKUA yHuBepeuteT umenn H.A. Muporosa, Mocksa, Poccus

PE3IOME

B neamaTtpuyeckoit npakTuke BCTPEYaloTCcs HacNeACTBEHHbIE 3a60NeBaHus, CONPOBOXAAMLLMECS CUHAPOMAITbHBIM OXUPEHNEM, Bbl-
3BaHHbIM TeHHbIMM TGO XPOMOCOMHBIMI MyTaLMSIMK, @ TaKKe MUreHeTUYECKUMU HapyLleHUsaMW. CUHAPOMarbHbIE hOpMbl OXMpe-
HUS OTNINYAKTCS LUIMPOKUM KITMHUYECKIM MONMMOPGN3MOM, YTO HEPEAKO MPUBOANT K AMArHOCTYECKUM OLIMOKAM 1, Kak CriedcTBue,
K HenpaBUNbHOMY 1 HECBOEBPEMEHHOMY NeYeHMio. VX paHHSis AMArHocTMKa WCKMIOYMTENIbHO BaxHa kak Ans AUarHoCTVKM, Tak U
ANS CBOEBPEMEHHOTO JIeYeHMs, B TOM YMCre MPemynpexneHns pasBUTUS BbIPaXKEHHOTO OXMPEHUS U ero OCNoXHEeHWiA. MpueaeHo
onucaHme KOHKPETHOTO KIMHYECKOTO Criyyas y Manbumka 10 neT ¢ xanobamm Ha u3bbITouHyto Maccy Tena. 1o MecTy XuTenbCTBa pe-
GeHok Habntogancs ¢ AnarHo30M «3K30reHHO-KOHCTUTYLIMOHAMbHOE OXMPEHHe, cTeaTorenaTosy. bbina nposeaeHa anddepeHumars-
Has AMarHoCTUKa s UCKIIOYEHNs! CUHAPOMATbHBIX (hOpM OXMPEHUs, Taknx kKak cuiapombl Mpagepa—Bunnm u AnbcTpema, a Takke
APYTMX HacneacTBEHHbIX 3aGoneBaHuit. TapreTHoe reHeTUYeckoe TECTUPOBaHIIE NO3BOMANIO AMArHOCTMPOBATD Y NMaleHTa CUHAPOM
Bapne-buans — ayTocoMHO-peLieccuBHoe 3abonesaHue U3 rpynnbl unronatid. OaHaKo, YunThIBas HU3KYH YacToTy 3a00oneBaHms
B NOMyNALMM, HEAOCTATOYHOE 3HAHWe AaHHON NATONOrM Bpayamm, BbICOKYH CTOMMOCTb U OrpaHUYEHHYt0 AOCTYMHOCTb NOMHOreHOM-
HbIX METO/I0B MCCIIE[0BaHMs, NO3BONAIOLLMX MPOBECTM NabopaTopHyto AudidbepeHLManbHy0 AMArHoCTuKy, LienecoobpasHa paspa-
BoTka y4eGHbIX KOMMbIOTEPHbIX MOCOBUIA, NO3BONAIOLMX MOAENMPOBATL MPOLIECC KIMHUYECKO ANarHOCTUKN. ABTOPaMM paspaGoTaHo
Takoe BeG-NpUNoXeHe — MHTEpaKTUBHas obyyatolias NporpamMma, No3BoNsioLlast MPOBECTY BUPTYarbHYI0 AUarHoCTUKY B AaHHOM
KIMHMYECKOM Cyyae: NpoaHanManpoBaTh NPefoCTaBeHHYH NHGhopMaLIMio O NaLyeHTe, ONpeaenuTL NinaH o6crefoBaHIs, paccMoT-
PETb BO3MOXHblE [AMarHoCTYECKMe MUNOTE3bl, «HANPaBUTLY MaleHTa Ha KOHCYMbTaLmMK K crelmanmcTam, copmmposaThb andde-
PEeHLManbHO-AMarHOCTUYECKUA PSA U, HAKOHEL, YCTAHOBUTL KOPPEKTHBIN AnarHos. Be6-npunoxeHne MOXET ObiTb UCMONb30BaHO B
npolecce 06y4eHns CTyEHTOB MENLMHCKNX BY30B, KIMHUYECKIX OPAMHATOPOB B KAYECTBE AOMONHUTENBHOTO y4eGHOro nocobus, a
TaKkke NS NOBbILIEHUS KBANMUKALMW NeanaTpoB, 3HAOKPUHOOTOB W Bpayeil ApYrux creumanbHOCTel, KoTopble B CBOEN NpakTuke
MOTYT BCTPETUTLCSA C IaHHOIA naTonorme.

KnioueBble cnoBa: peakve 6onesHn, cuHapom bapae-buans, HacneacTseHHble 3aboneBaHus, BUpTyanbHas AMArHOCTUKa, Keiic-
MeTof, AUCTaHLMOHHOE 0By4eHre
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Syndromic obesity in children: using a Web-based virtual
diagnostic application as a case study

Alexander N. Putintsev, Viktoria Yu. Voinova, Manushak P. Safonova,
Dmitry A. Nikolsky, Elena A. Rubtsova, Kirill Ya. Gusev

N.I. Pirogov Russian National Research Medical University, Moscow, Russia

ABSTRACT

In pediatric practice, hereditary diseases associated with syndromic obesity caused by chromosomal and other genetic abnormalities
are common. Syndromic forms of obesity are characterized by broad clinical polymorphism and share symptoms with more well-known
and common diseases, which often leads to diagnostic errors and, consequently, inappropriate and untimely treatment. Early diagnosis
of syndromic forms is important both for diagnosis and timely treatment, as well as for preventing the development of severe obesity
and its complications. A specific clinical case is described: a 10-year-old boy with complaints of excessive weight gain and headaches.
He had been repeatedly examined at his local hospital and diagnosed with exogenous-constitutional obesity, steatohepatosis. Based
on the phenotype and laboratory and imaging findings, a differential diagnosis was performed to exclude syndromic forms of obesity
in this patient with childhood-onset obesity. Prader-Willi and Alstrdm syndromes, as well as other hereditary disorders, were primarily
excluded. Molecular genetic testing allowed the diagnosis of Bardet-Biedl syndrome, an autosomal recessive disorder belonging to
the ciliopathy group. However, given the low incidence of the disease in the population, insufficient knowledge of this pathology among
doctors, the high cost and limited availability of genome-wide research methods that allow for laboratory differential diagnostics, it is
advisable to develop educational computer aids that allow for modeling the clinical diagnostic process. The authors have developed
a web application — an interactive training program — that enables virtual diagnosis of this clinical case: analyzing the patient's
information, determining a plan for further examination, considering possible diagnostic hypotheses, referring the patient to specialists,
formulating a differential diagnosis, and establishing a diagnosis. The web application can be used in the training of medical students and
clinical residents as a supplementary teaching aid, as well as for advanced training for pediatricians, endocrinologists, and physicians
of other specialties who may encounter this pathology in their practice.
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BBEOEHUE

/136bITOYHAs macca Tena u oXupeHne — Haubonee pac-
NPOCTPaHEHHbIE 3HOOKPUHHBIE HapyleHus y AeTeit v nog-
POCTKOB, YacToTa KOTOPbIX B Halle BpeMS 4OCTUIMa Maclutaba
rnobancHon anuaemuu. Cpeay AeTelt LUKONMBbHOTO Bo3pacTa
pacnpoCcTpaHEHHOCTb OxXupeHns pocturaet 25-30% aetckoro
Hacenenus Poccun'. CpedHerogoBoii Temn npupocTa oxupe-
HWa y geTer 3a nocnegnue 10 net coctasun 9% B rog, y noa-
pocTkoB — 7,6% B rog?. Oxupenue, aeboTuposasluee B geT-
CKOM BO3pacTe, 4acTo COXPaHSeTCs BO B3POCMIOM COCTOSHWM
W CBSA3AHO C Pa3nuyHbIMK MeTaboMMYECKUMU HapyLUEHUSIMK.
CKkpuHWHr 1 nocregyowas Tepanus Tpebyet Gonblumx du-
HaHCOBbIX 3aTpaT CUCTEMbI 3LPaBOOXPAHEHNS B CBA3W C TeM,
4TO OXMPeHWe y AeTelt ABnseTcs (hakTopoM pucka pasBuUTHs
caxapHoro guabeta 2-ro Tuna, apTepuanbHOM runepTeH3uu,
CUCTEMHOM KpaCHOW BOMYaHKM, aTepockneposa, bonesHein cep-
AEYHO-COCYANCTON M OMOPHO-ABUraTeNnbsbHON, PENPOAYKTUBHOM
W Apyrux cuctem opraHuama [4]. JuarHocTuka oxupeHus npo-
BOAMTCS B HECKOMbBKO 3TaroB: Ha NEPBOM 3Tane Bpay OLeHNBa-
€T aHaMHeCTUYECKME aHHble 1 aHTPONOMETPUYECKME Napame-
Tpbl, HA BTOPOM — BbISIBIISIET OCMOXHEHMS], aCCOLUMPOBaHHbIe
C OXMpPEHMEM, Ha TPETbEM — NPOBOAMT AnddepeHLmanbHyio
AMarHoCTUKY C Lienblo WCKMIOYEHUS BTOPUYHOMO OXUPEHMS,
CBSI3aHHOTO C 3HZOKPUHHOW UMW CUHAPOMAbHON NaToNoruen.
CnekTp 6onesHel, nexaluux B OCHOBE OXMNPEHUS, JOCTAaTOYHO
LUMPOK W BKMHOYaeT 3aboneBaHns pasfnyHoi STUONOTMM.

HacnepactBeHHble 60Me3HM, COMPOBOXAAKLIMECS OXKMpe-
HWEM, YacCTo MMEIOT CUMNTOMaTUKy Gonee M3BECTHBIX U pac-
NPOCTPaHEHHbIX 3aboneBaHuii, YTO HEePeAKO NPUBOAMT K Aua-
THOCTMYECKUM OLMOKaM K, Kak CNeAcTBUE, K HenpaBuibHOMY
1 HeCBOEBPEMEHHOMY NneyeHnto. [ns npuobpeTeHns HaBbIKOB
AMarHoCTUKMA B HACTOSILLee BPeMst akTUBHO NMPUMEHSIETCS KeWC-
MeTog, NMOCKOMbKY MEAULIMHCKME KeWChbl SBASIOTCH addekTnB-
HbIM CPEACTBOM aHann3a KOHKPETHOM KIMHUYECKON CUTyaLm,
npoBeaeHus andepeHUmManbHoi AnarHoCTMKM W Bblbopa
TaKTUKW NIeYeHUs naLmueHTa B AUCTaHLUMoHHoM dopmare® 4 [9].
Vicnonb3oBaHue MynbTUMERMIAHBIX TEXHOMOMIA NoMoraeT oby-
YarLWMMCs BU3yanuaupoBaTh KMUHUYECKNe NPOSBREHUS pea-
koro 3aboneBaHusi, LOCTWYb MYYLIEro NOHUMAHWS CHOXHOr0
naToreHe3a, 4to BaxHO npu AuddepeHLnanbHon AnarHocTu-
ke. VIHTepakTWBHbIE KIMHUYECKWE Clyyan MO3BONAKT OLEHNTD
pencTens obyvarollerocs Bpava, nowiaroBo otobpaxas Bep-
Hble 1 HEBEPHbIE OTBETbI C MOSICHEHNAMY, B YeM owmnbka [6, 7].

Ha ocHoBe npuMeHeHusi Kelic-MeToda aBTOpaMu paspa-
foTaHO WMHCTpyMeHTanbHOE CpefcTBO OOyyeHWs Bpadvel Ha
npumepe cnyyas cuHgpoma bapae-buans. B y4ebHbIx Lensx

! Mpoekt «OxmpeHue kak 3abonesanme» AccoupaLm 300poBbs AETEN.
URL: https://zdravdeti.org/project/ (nata obpaluenus 15.12.2025).

2 MaHykusH E.J1. B Poccum pacTeT Yucrio AeTeit ¢ M3BbIToUHOM Maccoi
Tena. Poccniickas raseta. 30 ceHtabps 2021 r.

% Interactive cases. University of Minnesota Medical School. URL: https://
med.umn.edu/dom/education/global-medicine/courses-certificates/
online/interactive-cases (accessed: November 15, 2025).

* Interactive Medical Case: The New England Journal of Medicine. URL:
http://www.nejm.org/multimedia/interactive-medical-case (accessed:
November 15, 2025).

Obin pa3paboTaH CLeHapuii BUpTYanbHOW AMArHOCTWKMW, CO-
JepXaLuii nocnefoBaTenbHOCTb 3TanoB, Ha KaXaoM 13 KOTo-
pbix obyyatoiemycs Bpady Heobxogumo npoaHannavupoBaTh
MONYYeHHYK WH(OPMAaLMIO O NaLUMeHTe U MPUHSATL PELLEHNE:
onpejenuTb NnaH AanbHenwwero 00cneaoBaHus, «HanpaBUTby
nauueHTa Ha KOHCyNbTauuu K creumanuctam, chopMmpoBaB
npu 3TOM AMarHocTUyeckue rmnoTessl. B npouecce paspabotku
WHTEPAKTMBHOTO KNWHUYECKOTO cryyast Oblnu MCNOonb30BaHbl
thoTorpachum KNMHUYECKNX NpOSIBNEHUIA, pesynbTaThl obcne-
[0BaHus pebeHka, B3ATble U3 UCTOPWN GONE3HM, 3aKTYEHNS
CreumnanucToB.

FEHETUMECKUE ®OPMbI OXKUPEHUA

B negwatpuueckoil npakTUKe Hepemko BCTpevalTcs Ha-
CneAcTBeHHble O0NesHu, COMPOBOXAAMOLNECS OXWUPEHWEM,
KOTOpble MOXHO KnaccuuuMpoBaTb Kak CUHAPOMAnbHbIE U
HecuHOpoManbHble POPMbI.

K HecuHapomanbHbIM (hopMam OXMPEHNS OTHOCST reHeTu-
yeckne 3aboneBaHusi, Mpu KOTOPbIX OXNPEHNE — N30NMNPOBaH-
HbIV UM BOMUHMPYIOLLMA cumnToM. Kak npasuno, ath 3abone-
BaHUS BbI3BaHbl MyTaLWsIMU B reHax, KOHTPONMPYHLLMX anmne-
TUT U SHEPreTUYECKNA rOMeocTas Yepea runotanamyc (cuctema
NenTUH-MeNnaHOKOPTUH). OTO Takue COCTOSHWSA, Kak AeduunTt
nenTuHa BCMeAcTBMe MyTauwu reHa LEP, nposBnsiowmics
TSKENbIM OXWUPEHNEM C MEPBbIX MECALEB XM3HU C TMNOrOHa-
[OTPOMHbIM TMMOTOHAAM3MOM, W AedekT pelenTopa nenTuHa
13-3a MyTaumumn reHa LEPR, KNMMHWYeCKU HanoMUHaKoLWmMn oedu-
UMT NENnTWHA, HO C BbICOKAM COAEPXaHWEM NIeNTUHA B KPOBW.
K gaHHoit rpynne OTHOCAT U AeduuynT NpOONMOMENaHOKOPTU-
Ha (MyTauus reHa POMC), BKnovaroLwmii TSHKENoe oXupeHue,
PbIKYKO OKpacKy BOMOC W3-3a HEAOCTaTKa MEnaHoLnuTCTUMY-
NNPYIOLLErO FOPMOHA M HaAMOYEYHUKOBYIO HEAOCTaTOYHOCTb.
Camoin xe 4aCToi HeCMHAPOManbHOM MOHOTEHHOM MPUYNHON
OXMpeHNs aBnseTcsa gedekT pelentopa MenaHoOKopTUHA 4-ro
TMna (cBsidaH ¢ reHoM MC4R), KOTOpbIA NPOsIBNSIETCS Kak Iv-
nepdarus, TsKenoe OXUPEHUE, BbICOKUIA POCT M YCKOPEHHbIN
TEMM OKOCTEHEHMS.

CuHIOpoManbHble reHeTudeckne (HOpMbl OXMPEHWs, rae
nocnegHee — OAMH M3 MHOXECTBa CUMMTOMOB, MOTYT ObiTb
MOHOrEHHOW, XpPOMOCOMHON 3TUOMOTMKM, NMMBO UMETb 3nureHe-
TUYeckne npuunHbl. Cpean XpOMOCOMHbIX CUHLPOMOB, COMPO-
BOXOAIOLMXCA OXKMPEHUEM, CriedyeT OTMETUTb CUHOPOMbI Ae-
neuwnn 2937, OayHa (Tpucomus 21), KnaitHdbenbTepa (kapuotun
47,XXY). 3n 3abonesaHus, kak NpaBumno, NPOSIBNSOTCS KOM-
MIeKCoOM aHOManuii pa3BWUTWS, BKIOYAs YMCTBEHHYK OTCTa-
nocTb. OXMpeHme B COCTaBE MOHOTEHHbIX CHAPOMOB C NONNop-
raHHbIMI HapYLEHWSIMI B Ka4eCTBe NPUYMHBI UMEET MyTaLMIo B
OfHOM reHe. 370 Takue 3aboneBaHus, kak CUHAPOM AnbcTpema
BCreacTeue mytauun reHa ALMS1, Hacnegyemblin ayTOCOMHO-
peLeccuBHO, NPOSBASIOLMICS HEMPOCEHCOPHOW TYroyXoCTbHO,
MArMEHTHBIM PETUHUTOM, CaxapHbIM AnabeTom 2-ro Tuna, kap-
avomuonatuen. C cuigpomom bappe-Buans (BBS) casasaHo
OKOMIO Tpex [AECSTKOB FeHOB, KOAMPYKLWMX Oenku pecHuyek
(umnuapHble 6enku), KNMMHUYECKNe NPOsBNEHUs 3aboneBaHus
ONMMCaHbI HUXE B CBA3W C NPELCTaBMEHHbIM B CTATbe ClyYaeM.




CnepyeT ynomsHyTb Takke ayTOCOMHO-PELECCUBHbIA CUHOPOM
KosHa (myTaums reHa VPS13B), npu koTopom HabntopatoT-
CA XapaKTepHble BbICTyNaLme pesubl, OXMPEHWe, MUOMUS,
HEeNTPOMeHMsl, TMMNOTOHNS, 3a4epXKKa MCUXMYECKOro pasBuUTHS.
Ocobo cnepyeTt 0TMETUTL CUHAPOMAIbHY0 POPMY OXMPEHUS C
ANUreHeTUYECKUM MeXaHM3MoM — cuHApoM [Mpagepa—Bunnu,
B OCHOBE KOTOPOrO NEXUT HapyLeHNe UMMNPUHTUHIA: Aenewus
oTLoBCkon konun 15q11.2-q13 unu ee MaTepuHckas yHUNapeH-
TanbHas AMCOMMS, BKMoYas MMnpuHTupyembii reH SNRPN.
KrtoueBble Mpu3Hakn CMHOPOMa — HeoHaTanbHash rMnoToHNS,
runepdarus, OXvpeHne, rMNoOroHagn3m, 3afepxka Ncuxn4ecko-
ro passuTys.

KoppekTHasi [guarHoCTWKa BbIlIEYNOMSIHYTbIX —Hacnea-
CTBEHHbIX 3a00neBaHuii C OXXMPEHWEM B NOCNEAHME rofbl Npu-
obpena ocoboe 3HaueHe B CBA3M C MOSIBNEHNEM NaTOreHeT-
YeCKOro neveHus, B YaCTHOCTU NpenapaToM CeTMenaHoTua,
KOTOpbIA ABSIETCH aroHUCTOM PELenTopoB MenaHOKOPTUHO-
BOrO MyTU U YCNELIHO KOHTPOMUPYET anneTuT npy YNoMsHYTbIX
BbiIlUE HECMHOPOMANbHbIX POPMax OXWUPEHUS C BOBMEYEHNEM
[aHHOTO CUrHamnbHOro myTu, npu cuHapome bapge-buans, a
TaKkke TeCTupyetcs npu cuHgpome lNpagepa—-Bunnm.

CuHgpom bappe-buans — aytocomHo-peLieccuBHoe 3a-
BonesaHue 13 rpynnbl Lunuonatuit. 3abonesaHne BCTpeyaeT-
CA [OCTaTOMHO Peako, NonynsAuMoHHas Yactota Cpean HOBO-
poxgaeHHbix 1:120 000-1:160 000 [3]. Hambonee TMNMYHBIMK
KIMHUYeCKUMK posiBneHnamu cuHgpoma bappe-buans se-
NSAOTCS: NMUIMEHTHAs [ereHepauusi ceTyaTku, OXMpeHue, no-
NMAAKTANNAS, TUMNOTOHAAU3M, CTPYKTYpHble aHOManuu Moyex,
3a[lepXKa NCUXOpPeveBoro pasBuUTHS, YMCTBEHHAs OTCTANOCTb.
CumnToMokoMmnneke Bnepsble onucaH B 1866 r. [xoHom Jlo-
peHcom n Pobeptom MyHOM, KOTOpble BbISIBUNIM COYETaHWE
NUrMEHTHOWM AUCTPOMUM CETYATKU C MMMOTreHUTann3MoM, OXu-
PEHMEM U YMCTBEHHOW oTcTanoctblo. B 1920 r. Xopx Bapg v
Pobept Buanb fobasunu kK JaHHOMY CUMITOMOKOMMNEKCY Mo-
nugaktunuo [1, 2]. Mpu cuHapome bapge-buans Hapylwaetcs
(DYHKLMOHMPOBAHNE MEPBUYHBIX PECHWYEK, YTO BbI3bIBAETCA
MyTaLMsSIMW B OFHOM W3 MHOTOYMUCIIEHHbIX FEHOB, KOAUPYHOLLMX
Benku, obecneunBatollme HopmarbHOE (PYHKLMOHMPOBAHWE
pecHnyek. HapyleHne yHKUMM LMNWIA 3aTparMBaeT Krove-
Bble curHanbHble nyt (Hedgehog, Wnt, PDGFRa), 4to 0bbsic-
HSIET NNENoTPOMHLIN 3PMEKT rEeHOB U, CnesoBaTeNbHO, Mynb-
TUCUCTEMHBIE KMUHWUYECKNE NposiBnenus [5, 8].

KNUHWYECKUWN CITYYAHU

B neamatpuyeckoe otaenerue noctynun manbyuk 10 net
C Xanobamu Ha u3bbITOYHYK0 Maccy Tena, ronosHsle 6omnu. Mo
MeCTY XWUTeMNbCTBa OH Habnogancs ¢ AMarHo3oM «3K30reHHo-
KOHCTUTYLIMOHAmNbHOE OXMpeHue, cTeatorenatosdy». Manude-
cTauus npusHakoB 3aboneBaHMs MPOMCXOAMNA MOCTENEHHO:
MpW POXOEHUN OMarHOCTUPOBAHbI MHOXECTBEHHbIE aHOMannm
pa3BuTUS — BpaxuaaKTUNNS, YacTUYHAS CUHOAKTUNMUS, KIMHO-
[aKTUNKS, Bbicokoe HEOO, rMNepTenopu3M COCKOB, KOpOTKas
Les, MOHrONOMAHbIA pa3pe3 rnas, runocnagusi. C paHHero
BO3pacTa 0TMeyanuch 3anopbl, 3afiepxka NcUXopeyeBoro pas-
BUTUS, M3OLITOYHAs Macca Tena, JOCTUriLas CTaguy OXUpEeHUs

Nerkoi CTeneHun K BO3pacTy 4 NeT N HEYKMOHHO MPOrpeccupyo-
was BnocneacTeun. B 3 roga manbunky npoBeAeHo onepatya-
HOe NleYeHne runocnagum, B Bo3pacte 4 neT AMarHoCTMpOBaH
rUNoTUPE03, ¢ 6 NeT HabnogaeTCs CHKEHWE OCTPOTbI 3PEHNS,
aHoManum passuTus 3y6os.

Mpy 0ObEKTMBHOM OCMOTpe obpallany Ha cebst BHUMaHue
0cobeHHoCTH (heHoTMna: BpaxmaakTUins, YacTUYHas CUHLAK-
TUAKUS, KNUMHOAAKTUNWS, BbICOKOE HEGO, rnnepTenopusM Co-
CKOB, KOPOTKas LUesl, rMnocnagms, aHomanuu passutus 3y6os;
TUNOreHNTann3M; UHTennekTyanbHol geduunt. dusnyeckoe
pa3sBuTUE BbINO AUCTaPMOHNYHBIM 3a CHET M30bITKa MacChl: BEC
coctasun 46,2 kr (>97-ro nepyextuns), poct — 135,5 cm (10-
25-it nepuUeHTUNb), UHOeKc maccel Tena — 25,16. Mo gaHHbIM
nabopaTopHON AMArHOCTUKI HapYLUEHWI YrneBoaHOro obmeHa
He BbISBMIEHO, OJHAKO OTMeYanacb CMellaHHas Aucivnuae-
MUS (MOBBILLEHWE YPOBHSA Tpurnuuepuaos Ao 2,16 mMons/n,
NMNONPOTENAOB HW3KoW nnoTHocTM Ao 3,83 mMonb/n), He-
3HauMTENbHOE MOBbILIEHWE YPOBHS TUPEOTPOMHOTO FOPMOHA
(TTT 5,65, npu Hopme Ao 5,57 MkME/mn). Mpu ynbTpasByKkoBOM
nccnegosaum (Y3W) BbISIBNeHbI Mpu3Haky CTeaTorenatosa,
AN dy3HbIE N3MEHEHNS NOSXKENYLOYHOI XENE3bI, EANHNYHBIE
kanbLuHaThl B napeHxume obenx novek. Y3W wuTtoBmaHo xe-
nesbl BbISBIIO €€ YMEPEHHO BbIPaXKEHHbIE AUPEY3HbIE N3Me-
HeHus. CornacHo pesyrnbTaTaMm CyTOYHOTO MOHUTOPWUPOBAHMS
apTepuanbHOro AaBfieHUs MPU3HAKOB apTepuanbHoi runep-
TEH3WUN He BbisiBneHo. Mpu 0pTanbMoNornyeckom uccneaosa-
HAN OBHapyXeHO BbIPAaXEHHOE HapyLIeHWe MUrMeHTauuu no
BCeil ceTyaTke, BKMKYas Makyny. YYnTbiBas BbILUEN3NOXEH-
HOe, MaLWEHTY C OXMPEHNEM, MaHU(ECTUPOBABLLMM B JETCKOM
BO3pacTe M UMeKLLMM (DEHOTUNMYECKE OCOBEHHOCTM, Mpo-
BedeHa AuddepeHynanbHas guarHocTUka AN UCKIYeHUs
CUHAPOMAnbHbIX (POpM OXupeHus. B nepsyt ovepedb Obinu
WCKITIOYEHbI HACMEACTBEHHbIE 3a60neBaHNs, CONMPOBOXAALLM-
€Csl OKMpPEHWeM, naTonoruen rnas, 3agepKkon HepBHO-MCUXK-
yeckoro passutus. Cunapom Mpagepa—Bunnu — camblii Yacto
BCTPEYAEMbIA BapWaHT CUHOPOMANbHOMO OXMPEHUs — Obin
VCKITIOYEH, TaK Kak y nauueHTa He Oblno obHapyXeHo n3meHe-
HWit kpuTudeckoro permoHa q11.2-q13 xpomocomel 15. B audp-
thepeHLManbHO-ANarHOCTUYECKUIA psaf OblK Takxke BKMHOYEHbI
cuHapombl AnbcTpema u bapae-buans, ons kotopbix Hapsgy
C OXWPEHWEM XapaKTEpPHbl MUrMEeHTHas AUCTPOdUS CeTyaTkm
1 nopaxeHue noyek. Y Hallero mauyueHTa OTCyTCTBOBamM WH-
CYINIMHOPE3NCTEHTHBIN CaxapHbld AuabeT U HelnpoCceHCOopHas
TYrOyX0CTb, 4TO MO3BOMNMUIIO UCKMOYNTL CMHAPOM AnbCTpeMa.

C uenbto uckmnoyeHns cuiapoma lNpagepa-Bunnm Gbino
NMPOBELEHO MOJEKYNSPHO-TEHETUYECKOE WCCNEA0BaHNe Mpo-
MoTopHo obnactn reHa SNRPN (xpomocoma 15q11.2), B pe-
3ynbTaTe KOTOPOro aHOMarnbHOe MeTUNMPOBAHWE B U3y4aeMon
30He He obHapyxeHo. lMocne nocnesoBaTenbHOro0 AUarHoCTy-
4ecKoro novcka A4ns noaTBepxaeHuns cuiapoma bapae-buans
MPOBEAEHO reHeTnYeckoe nccneaoBanue obpasua [JHK B reHe
BBS1 (ak30H 12) 1 reHe BBS10 (3K30H 2), rae, N0 AaHHbIM nu-
TEpaTypbl, NoKanuaylTcs Hanbosnee YacTble MyTaLmm, accoum-
MPOBaHHbIE C 3ab0neBaHneM. bbinu o6GHapyeHbl ABa NaToreH-
HbIX BapuaHTa B 9k30He 2 reHa BBS10 c.271dupT un ¢.583G>A
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MaumneHT ¢ npu3Hakamu oxupenus / A patient with signs of obesity

B negmatpuyeckoe otaeneqne HAKN noctynun manbyuk 10 net
C Xanobamu Ha U36bITOYHYIO Maccy Tena, rofloBHble 601, OTCTaBa-
HIe B YMCTBEHHOM Pa3BUTIU, CHIKEHNE OCTPOTbI 3PEHNS 11 3aM0pbl.

Ha3Ha4veHNs apeKTUBHOI Tepanuu.

decreased visual acuity, and constipation.

steatohepatosis.

Mo MeCTY XNTeNbCTBa HEOHOKPATHO 06CNe0BaH C AMArHO30M:
JK30reHHO-KOHCTUTYLIMOHANLHOE 0XKMpeHne. CTeaTorenaros.
Pe6eHOK rocnuTanuaupoBaH: A1s KOMNIEKCHOro 06CeA0BaHNs,
npoBezieHns AuddepeHLanbHO-ANarHoCTUYECKOro NoKcKa,

A 10-year-old boy was admitted to the pediatric department with
complaints of excess weight, headaches, mental retardation,

He had been examined repeatedly at his place of residence
and diagnosed, with exogenous-constitutional obesity and

The child was hospitalized for a comprehensive examination,
differential diagnosis, and the prescription of effective therapy.

LR ] |

ki |

Puc. 1.
Fig 1.

(p.G180E) B kOMNayHA-T€TEPO3UTOTHOM COCTOSIHWM, YTO MO3BO-
nUNo AMarHoCTUpOBaTh Y nauueHTa cuHapom bapae-buans.

[ns nporpamMMHON peanu3auun KIWHUYECKOTo Cryyast
Bbino paspaboTaHo BeBG-npunoxeHue, KOTOpoe NpeAcTaBnseT
coboil MHTePaKTVBHYI0 06yy4atoLLyto NporpamMmy, No3BOMSIOLLYIO
NPOBECTU BUPTYanbHY0 OUArHOCTUKY B PEXUME AWUCTAHLWOH-
Horo foctyna. VIHTepakTMBHbIA KNWHUYECKUI cryyai ony6nu-
koBaH', JocTyneH Ans cBOGOAHOrO MPOCMOTPA W COAEPXUT
BMAEO, TEKCTOBYIO M rpadhnyeckyto MHGopMaLmio, aHuMaLuio,
TECTOBbIE 3afaHus, a TakkKe OLEHKY AeicTBUiA obyvaroLlerocs
B npoLiecce BUPTYanbHOM ANarHoCTHKM.

Ha nepBom aTane neyvaluuin Bpay B hopmaTte BUAE0CO00-
LieHUs NpeAcTaBNseT CBeAeHMs 0 nauneHTe, obpalyas BHAMa-
HWe Ha xanobbl 1 AaHHble aHamHesa (puc. 1).

B uHTepakTMBHOM pexume 0OyyaloLWMIACH 3HAKOMUTCS C
AaHHbIMKM 0CMOTpa naumeHTa. Heobxoaumo npoaHanuanposaTth
MOMYYEHHYIO K HACTOSLLEMY MOMEHTY MH(OPMALIMIO O NaLueHTe
V1 OMpefenuTb NnaH ganbHenwwero obcneaosaxus. Mocne o3Ha-
KOMIEHUs C pesynbTatamu KIMHUKO-nabopaTopHbIX uccneno-
BaHWA, B TOM YuCne C MoKasaTensMu TMPEOWAHOro npoduns,
obyuvatolemycs npegnaraetcs cOpPMynMpoBaTb AMArHOCTM-
Yeckyto runotesy. B cnyyae HenpasuIbHbLIX OTBETOB BbIAAKOTCA
nosicHeHus1. [1nsi NpoBEPKM AMarHoCTUYeckux runoTe3 obyyato-
LeMycst npeafiaraeTcs HasHauMTb AOMOMHUTENbHbIE UCCNERo-
BaHus 1 MO WX pe3ynbTatam (puc. 2) onpeaeniTb, K Kakum cne-
LanucTam HanpasWTb NaLMeHTa Ans KOHCYNbTauuy.

lMocrne WCKMoYeHUs OpraHNYeckon NaTonorum rofioBHOMO
MO3ra W CepAeYHO-COCyanCTbIX 3aboneBanmin obyyatoLlemycs

! HTepaKTMBHbI KnuHUYeckMi crydait. OGpasoBaTenbHbId nopTan
WHctuTyTa Benbtuwesa. URL: hitps://edu.pedklin.ru (nata obpalieHus:
15.12.2025).

CBefieHus 0 naLueHTe ¢ M3BbITOYHbIM BECOM (PUCYHOK CO3AaH Ha OCHOBaHWM COOCTBEHHBIX AAHHbIX aBTOPOB CTaTby)
Overweight patient information (the figure was created based on the authors’ own data)

npegnaraetcs copMmupoBatb AnuddepeHLmanbHo-amarHoc-
TUYECKWA psAf, KOTOPbIA BKMKOYAET rpynny HacneLCTBEHHbIX
3ab0neBaHuii, CONPOBOXOAIOWMXCS OXKMPEHNEM, YMCTBEHHON
OTCTanoCTbl0 M MaTOMOrMEN OpraHoB 3peHusi, Mpexae BCero
cuHapom lNpagepa-Bunnu u cungpom bapae-buans. Mpose-
LEHUE MONEKyNSPHO-TeHETUYECKOro 1CCMeA0BaHNS NO3BOSNNO
YCTaHOBWTb Y nauueHTa cuHapom bapae-buans.

[ns Toro ytobbl nony4yuTs Bonee rnybokoe npeacTasne-
Hne o cuHgpome bapae-buans, B MHTEpaKTMBHOW nporpam-
M€ NpeaycMOTpeH 0byyalowmuin Mogynb, B KOTOPOM B MOMHON
Mepe MNCnonb30BaHbl MyNbTUMEANINHBIE KOMMOHEHTI, B YacT-
HOCTM aHWMauus AN 0ObACHEHUS MexaHW3Ma LunvonaTtuu
(puc. 3).

B HacTosiee Bpems nageHTdmumposaHo 6onee 30 reHos,
CBSI3aHHbIX C (heHOTMNOM cuHApoma Bappe-buans. Ux yno6-
HO KnaccuduumpoBaTb MO  (PYHKLMOHAMbHBIM KOMMEKCaM:
BBSome, wanepoHoBbI KOMANEKS 1 Ap. Aapo naToreHesa 3a-
tonesaHns — BBSome (komnnekc u3 8 6enkos BBS1, BBS2,
BBS4, BBS5, BBS7, BBS8, BBS9, BBS18/BBIP1) — asontouu-
OHHO KOHCEepPBATMBHbIN BENKOBbIA KOMMIEKC, AEACTBYHOLLWA Kak
ajantep Ans BHYTPUPECHUYHOTO TPaHCMopTa, PErynvpyHoLni
COPTMPOBKY MeMOpaHHbIx 6enkoB. LanepoHOBLIN KOMMMEKC
(BBS chaperonin complex — BBS6/MKKS, BBS10, BBS12)
opmmpyeT «kancyny» ans cbopku u ctabunusaumun BBSome.
B naToreHese cuHapoma 3afencTBoBaHbl Genkn 6asanbHo-
ro Tena v perynaunn BHYTPUPECHUYHOrO TpaHcnopTa (ARL6/
BBS3, BBS14/CEP290, BBS17/LZTFL1, BBS20/IFT172).
HeobXxoaMMo OTMETUTHL PaCLUMpEHHBIN CnekTp reHoB MKST,
MKS3/TMEM67, CEP164, NPHP1, NPHP4, xoTopble CBSi3aHbl
C Apyrimu  uunvonatusmMu  (cuHgpomsl  Mekkens, Ky6e-
pa, HepOHOPTK3), N ONUCaHbI Y MALMEHTOB C aTUMUYHBLIM
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3W opranos 6proLLHOi nonocTh /
Ultrasound of the abdominal organs

Sy

31 wuTOBMAHOI Xenesbl /
Thyroid ultrasound
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Ultrasound of the kidneys
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Puc. 2. PesynbTaTthl ynbTpa3sByKkoBbIX MCCNEJOBaHMI NALMEHTa (PUCYHOK CO3MaH Ha OCHOBaHMM COBCTBEHHBIX AaHHbIX aBTOPOB CTaTbi)
Fig.2.  Ultrasound research results of the patient (the figure was created based on the authors’ own data)
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Puc. 3.  CKpUMHLLOT aHNMALMOHHOIO PonvKa N0 MexaHu3My LunonaTum (PUCyHOK CO3AaH Ha OCHOBaHWUM COBCTBEHHbIX [JaHHbIX aBTOPOB CTaTbH)
Fig. 3.  Ananimated video screenshot on the mechanism of ciliopathy (the figure was created based on the authors’ own data)

WAN NepeKpbIBaLLMMCS heHOTUNOM cuHapoma bapae-buans.
He cyliecTByeT KecTKOW rpaHnLbl Mexgy cuHapomom bapae-
Buans v gpyrummn uunvonatuamun. Tensl CEP290, TMEMG7,
MKKS sBnsitotcst sipkuMy mpuMepamu, rae CrekTp MyTauui
onpegensieT GeHoOTMN OT Tshkenoro cuHapoma Mekkens/XKy6e-
pa [0 «Knaccuyeckoro» cuHapoma bapae-buans.

Hannume aHMMaLMOHHBIX POMUKOB MOMOraeT HarnsgHo
nokasatb 00yyaloLWwmUMcs CroXHble AN BOCTIPUATMS SBNEHUS,

npu 3ToM pocturaetcs BOnblias dPPEKTUBHOCTb YCBOEHMUS
MaTepuana. AHUMAaLMOHHbIA PONUK MANKOCTPUPYET TPaHCMOPT
KNETOYHbIX KOMNOHEHTOB Mexay 6a3anbHbIM TEIOM U aKCOHe-
MOW LiunuK, a Takke N03BONSAET BU3yanuanpoBaTb MeXaHU3Mmbl
LWnmonaTuu, KoTopble MPUBOASAT K PasninyHbIM MPOSBAEHNAM
cuuapoma bapae-buans.

Mpn 3aBepLieHn paboTbl C UHTEPAKTUBHLIM KIMHWYeE-
CKUM CIly4yaeM Ha 9KpaH BbIBOAWUTCS MHTerpanbHas oLeHka —
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CyMMapHOe KOMMYECTBO paLyoHanbHbIX 4encTBui obyyatoLle-
rocsi B NpOLiecce BUPTYanbHON AMArHOCTUKMA M NpaBuUIbHBIX OT-
BETOB Ha BOMPOCHI. Ha Hal B3rnsg, LenecoobpasHo NOBTOPHO
NPOBOAUTb BMPTYanbHYyH AMArHOCTMKY 3ab0neBaHns B UHTep-
aKTMBHOM KITMHMYECKOM Crlyyae C Lenblo YNyylleHWs WHTe-
rpasibHOV OLIEHKMW, YTO BAXHO NS 3aKpenneHus 3HaHni.

3AKINIOYEHUE

[aHHbI MHTEPaKTUBHbIA KITMHUYECKWI Cryqail MOXET ObiTb
NCMONb30BaH ANS MOBLILLEHNS KBanMUKaLum Bpadei-negmna-
TPOB, @ TaKke B mpouecce 00y4eHUs CTYOEHTOB MEeAMLIMHCKUX
BY30B, KITMHWYECKVX OPAVHATOPOB B Ka4eCTBE JOMOMHUTENBHOIO
y4ebHoro nocobus. MprmeHeHue kelic-meToga B y4ebGHOM npoLiec-
ce Mo3BorseT npoBecTy 0byyatoLLerocs Bpaya no aranam npoLec-
Ca BMPTyanbHOI OWMarHOCTUKW, OLEHUTb MPaBUNbHOCTb Bbibopa
BapwaHTa ero AeNCTBUIA, 0BBACHUTB, B YeM OLLMOKa Npu HEBEPHOM
PEeLLEHU, a TaKkke MOMy4uTb BO3MOXHOCTb MOMOMHNTL 3HaHWS Mo
MHOMMM acnekTam peakoil OpMbl CUHAPOMAINBHOMO OXMPEHMS.
MHTEpaKTUBHbIN KeC MO3BOMAET MPaKTUKYIOLEMY Bpady nyTem
MO3TaNHOMO M3y4YEHIS KOHKPETHOTO KIMHMYECKOTO CRy4ast OCBOUTb
anropuTM AMarHOCTMKW HaCneaCTBEHHbIX (HOPM OKMPEHNS.

AONONHUTENbHAA UHOOPMALIUA

BnarogapHocTu. ABTopbl Gnarofapsat BeAyLIEro MHxe-
Hepa-nporpaMmmcTa otgena MHOPMALMOHHBIX TEXHONOMIA 1
MOHUTOPYMHra PasxuBaiiknia Anekces HOpbeBiya 3a nomMoLLb B
peanu3aLuu CepBepHoON YacTy Be6-NpunoxeHus.

Bknap aBTOpOB. Bce aBTOpbI BHECTM CYLLECTBEHHbIN
BKNaf B pa3paboTKy KOHLenLuu, NPOBEAEHNE NCCIe[0BaHNS 1
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MOATOTOBKY CTaTby, NPOYNM M 0fobpunu uHamnbHy BEPCUID
nepeg nybnukayuen.

KoHnuKT nHTepecoB. ABTOPLI AE€KNapUpPYOT OTCYTCTBUE
SIBHBIX U MOTEHLManbHbIX KOHGIKTOB MHTEPECOB, CBA3AHHBIX C
nyGrnukalmen HacTosILLEen CTaThm.

WcTouHnk dmHaHcupoBaHusa. ABTOpbI 3asBnsioT 00 oT-
CYTCTBWM BHELLHEro (PMHaHCUPOBaHUS NpKU NPOBEAEHUM UCche-
[0BaHus.

WHdopmmupoBaHHOe cornacue Ha ny6nukaumto. ABTOpbI
MONYYWNM NMUCbMEHHOE COrnacue 3aKOHHbIX MpefcTaBuTEnen
naumeHTa Ha nybnKaLmio MeAULMHCKIX SaHHbIX.
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